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Cungpom [layHa — B HacTOAIIEE BPEMS OJHA M3 CaMbIX PAacCHpPOCTPAHEHHBIX I'€HOMHBIX MyTalUui
yenoBeka. CTaTHCTUKA POXKIEHUS JieTeil ¢ Tpucomueil nmo 21 mape xpomocomsl paBHa 1 Ha 800
HOBOpOXKJeHHbIX. CuHapom JlayHa He moJuiexuT JyiedeHuro. g moneit ¢ cunzapomom JlayHa,
XapaKTepHbl 3aJ€p)KKa YMCTBEHHOI'O pa3BUTHs, IOPOKM BHYTPEHHUX OpIaHOB, HapylIeHHE
OOMEHHBIX TPOIIECCOB.

B coBpeMeHHOM MHpe CTajlo BO3MOXKHBIM BBISBISTH IATOJOTHMU IIJIOJa HA Pa3HbIX CTaUsIX
OepeMeHHOCTH. BhisiBIeHHEe MaTOJI0rMHM 1J10a Ha cpoke 10 12 Hexenb AaéT BpeMs, YTOObI IPUHSATD
BaXHOE pEIlIeHHE O NMPEPhIBAHNUYU WU JJaIbHENIIEM pa3BUTUH OEPEMEHHOCTH.

JloponoBast WK IIpeHaTallbHasl AUAarHOCTUKA — 3TO COBOKYIHOCTb MCCIIEJOBAHUH IUIOJA, KOTOpas
paspelaeT BBIIBUTh WM UCKIIOYUTh BHYTPUYTPOOHBIE AHOMAJIMU PA3BUTHUS, XPOMOCOMHBIE U

reHHble 3a00J1eBaHus Oyayliero pebeHka.

MeTtopl IpeHaTaIbHOM JUArHOCTUKY CHHIpoMa JlayHa moapa3iesstoTcs Ha 2 TPYIIIbI.
K mepBoii rpymnme OTHOCHTCS MaJOMHBa3MBHas WM HEWHBA3MBHAs INpEHATaJIbHAs IMAarHOCTHKA
(npenaTasbHbIN CKpUHUHT). KO BTOpOI Ipyrne OTHOCUTCS MHBA3UBHAS TUArOCTHKA.

HewnBa3uBHbIC METOABI:

®  yIBTPa3BYKOBOE UCCJIEIOBAHUE ;

® JCCIIEIOBAaHUE POJIOCIOBHOM POUTENEH;

® [IPOBEJICHUE FEHETUYECKOTO UCCIIE0OBAHUE CYIIPYTOB;

® JCCIIEIOBaHUE KPOBU HAa MapKephl MIoa.
Pe3ynbrathl ynpTpo3BYyKOBOTO HccaeAoBaHUsI HE MOTYT ciaykuTb 100 % -HBIM cpeacTBom
JUAarHOCTUKU cuHjapoma JlayHa, B XOJ€ HCCIEAOBaHUS BBIABISIOTCS JIUIIb CHUMIITOMBI,
KOTOpBIE MOTYT yKa3biBaTh Ha ero Hanmuuue. Y3U mposoasar B I (9-11 nenens) u II (16-21
HeJeNs) TpUuMecTpax 0epeMeHHOCTH.
OCHOBHBIMH MapKepamMu TpH TPEHATATHPHOM JUArHOCTUKE XPOMOCOMHOHW TaTOJOTUH

SIBJISIFOTCSA pacCUIMPEHNEe BOPOTHUKOBOW 30HBI (B 85% ciiydyaeB) M HapylIE€HUE MPOIECCOB



(dhopMHUpOBaHKS KOCTHOM TKaHW Hoca, a BO Il TpumecTpe — yBenMYeHHE TONIIUHBI MICHHOM
CKJIQJIKM ¥ U3MEHEHHUE JITMHBI O APEHHON KOCTH.

C uenwio moBbImeHUsT d(HHEKTHBHOCTH BHYTPUYTPOOHON IMArHOCTHKHM cHHApoMa JlayHa
olHOBpeMeHHO ¢ Y3M HeoOXoIuMO MPOBOIUTH ONpEAENICHUE B KPOBH JKECHIUHBI YPOBHS
XI'Y u PAPP-A. Haubosee ontumanbHOE BpeMs JUIsl MPOBEACHUS aHaIn3a — 12 Hemenb.
KBanpo - Tecr Bemonnserca Bo II Tpumectpe, Cpok €ro mpoBEACHHUSI ONMPEACISIETCA C
ydyeToM Bo3pacta Oymymed wmambl. OH 3aKJIIOYaeTcss B ONPEACIICHUH YeThIPEeX

CECPOJIOrNM4YECKUX MApPKEPOB.
HuBa3uBHBIE MCTOJBI MOAPA3YMEBAIOT XUPYPIUUCCKOC IPOHMKHOBCHHUE B IIOJIOCTh MAaTKH:

e OQuorcus XOpHUOHA, 3aKIIOYaeTcsi B 3a00pe M TMOCIEAYIOIIEM HCCIeI0BaHUU KIIETOK
XOpHOHA- 3aPO/IBIIIEBOM 000JI0UKOM, KOTOpasi B OyaylieM npeodpasyercs B IUIALICHT

® [JAIICHTOIEHTE3, aHaJOrM4eH OWOINCHH XOpPHOHA, TaK € MPOBOAMUTCA 3a00p KIETOK
TUTALIEHTHI, HO YK€ B 00Jiee MO3JHUX CPOKax (BTOPOM TpUMECTp OEpeMEHHOCTH);

® KOpHAOLEHTE3, 3aKIIf0YaeTcs B 3a00pe KPOBH ILI0/1a U3 MYIIOBUHBI;

® AMHHOIICHTE3, 3aKIIIOYaeTcsi B 3a00pe OKOJOIUIOAHBIX BOJA IIyT€M IIPOKOJIA TepeaHen
OpIOIITHOW CTEHKH, MATKH ¥ AMHHOHA;
JlocToBepHO OOHAPYXUTh CUHAPOM J[ayHa MOKHO TOJBKO C HCIIOIb30BAaHUEM CIICIIUATbHBIX
WHBa3UBHBIX METO/IOB.
[locne monydeHHs: pe3yabTaTOB HCCIEIOBAaHUS TMPOBOJUTCS MEIUKO-TEHETUYECKOE
KOHCYJIbTUPOBAHHE CYNpyroB. PemaroTcs BOmpocsr:
* IMEET JIM CMBICII IPOJIOHTUPOBATh OEPEMEHHOCTb;

¢ KaK OpeaAynpeaAuTb OTKIIOHCHUSA pa3BUTH IJI0a ITPU cnenyromeﬁ 6epeMeHHOCTI/I.
HpHMHMI/I MMOKa3aHUAMU AJId HAITPABJICHUA K CIICHUAINCTY-TCHCTUKY SABJIAOTCA:

e yCTaHOBJIEHHAs WU MOJ03peBaeMas HacjaeICTBEHHas: O0JIe3Hb B CEMbE;

® KPOBHOPOJCTBEHHBIE Opaku;

® BO3JEHCTBHE BO3MOXXHBIX MYTareHOB WJIM TEPaTOTE€HOB JO WM B TE€YEHHE IMEPBBIX TPEX
MecsIeB OEpeMEHHOCTH;

e 3HAuMMble OTKJIOHEHHUS  pEe3yJbTaTOB  OHOXMMHYECKOIO CKPUHUHIA  MapKepHBIX
CBIBOPOTOUYHBIX OEJTKOB Y OE€pEMEHHOM;

e BBIBJICHHUE Y IUIOAA MapKEPOB XPOMOCOMHBIX O0JIe3HEH M BPOKIEHHBIX TOPOKOB Pa3BUTHUS

MIPH YJIbTPa3BYKOBOM HCCIIEIOBAaHUU.



IIpenaranpHas QuarHocTHKa cuHapoma JlayHa — 3TO KOMIUIEKC MEIULUHCKUX HCCIIECJOBAHMM,
HaNpaBICHHBIX HA YCTAHOBJIEHHE XPOMOCOMHBIX HApYIICHUH BHYTPUYTPOOHOTO pPa3BHUTHUS.
CKpUHHMHIOBBIE MPOTPAMMBI MTO3BOJISIIOT C(HOPMHUPOBATH T'PYIILY PUCKA C BBHICOKOH BEPOSTHOCTHIO
poxaeHuss pebeHka ¢ cuHApoMOM JlayHa M HalpaBUTh TAaKUX JKEHILIMH Ha JIOMOJHUTENIBHOE

yriyOJIeHHOE 00ciieJoBaHue.

B nepuoa ¢ 01 suBapst mo 31 gexa6ps 2018 roga B KOHCYITaTUBHO-AMArHOCTUYECKOE OT/ICIICHUE
bY «HuxHEBapTOBCKHIM OKPYKHOM KIMHUYECKUN IIEPUHATAIBHBIA LIEHTP» IOCTYNWIA O]
Habmoaenue no 6epemenHocty 610 sxeHmMH. bbuT MpoaHaTM3UpPOBaHbl MHAWBUYAIBHBIE KapTh
oepemennorr u poauiabHUnBl POPMbI N 111/Y. IlpoBenmena craructudeckass o00paboOTKa

Marcpurajia HCCICA0BaHM:

® HANpaBJICHbl HA MEIUKO-TCHETHYECKOEC KOHCYJIbTUPOBAHUE 52 KCHIIMHBI, YTO COCTABHIIO
8,5% ot o011ero uncia NOCTYMUBIINX MO HAOIIOICHUE.

® DPCKOMEHJIOBAHO  IpepbhiBaHUE OCPEeMEHHOCTH y | OJKCHIWHBI, H3-32 BBISIBICHUS B
MPeHATAIbHBIA TIEPHUO XPOMOCOMHOM aHOMAJIMK IUTOZA Mo 21 mape XpoMOCOMBbI (CHHIPOM
Hayna). 9to coctaBmiio 0,2% oT o01ero 4rcia nMocTynuBIINX noj Habmoaenue u 2 % u3

qucia 6CpeMCHHBIX HaITpaBJICHHBIX HA MCAUKO-I'CHCTHUYCCKOC KOHCYJIIbTUPOBAHUC.

98%

™ NocTynunu nog, HabniogeHve no 6epemeHHOCTM M pepBaHo 6epemeHHOCTel U3-3a XPOMOCOMHOI aHamanuu nnoaa

B HanpasneHbl Ha MeAUKO-reHeTU4ECKOe KOHCY/IbTUpOoBaHue ™ HanpasneHbl Ha MeANKO-reHeTUYeCKoe KOHCYIbTUpOoBaHUue

HpeHaTaJ'ILHaH JAUarHoCTuKka MMECT AOCTATOYHO METOJ0B, ITO3BOJIAIOIINX C BBICOKOH TOYHOCTBIO

OLICHUTbH COCTOSTHHUE I1J10]1a, UCKJIIOUUTh CHHAPOM [layHa M MpOTHO3WPOBATh MOCTHATAIBHBIN UCXO/.
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